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Allele Frequency of the common  MEFV gene mutation in normal population 
of north west IRAN ,ARDABIL 
ABSTRACT 
Background and Objective:. Familian Mediterraanne Fever is a hereditary self-inflammatory 
autosomal recessive disease. FMF prevalent on the Mediterranean coast, Turkish breeds, 
Ashkenazi Jews, Arabs and Armenians is more than others. The gene responsible for the person 
with FMF is the MEFV gene. To catch FMF, there is a need for 2 copies of the mutated gene, 
which is inherited from one parent and one from the mother. The disease is characterized by 
recurrent fever and inflammation of the membranes, which causes abdominal pain, joint pain and 
chest pain, and is the most important complication of FMF amyloidosis. The symptoms of this 
disease can be manifested in the first decade of life. Regarding the importance of FMF disease 
and its prevalence in Ardebil province, as well as observing the role of this gene (MEFV) in 
many rheumatologic diseases such as Behjat, Poly Arteritis Nodosa, Henoch Schonlein Purpura 
and even non-rheumatologic diseases, it is necessary to identify the mutation prevalence of this 
gene in The normal population. this study were designed to determine the magnitude and type of 
mutation in the normal population of the area 
Methods:. In this study, the subjects completed a questionnaire containing information such as 
gender of the patients, place of residence of patients, history of familial diseases and the history 
of other rheumatologic diseases and lack of evidence of FMF according to Tel-Hashmor's 
criteria. first-degree relatives entered the study. According to the population, each city of Ardebil 
province were studied in the same proportion. The number of people who were included in the 
study were calculated using Cochran's formula were 224 people. This number was randomly 
selected from patients who were referred to angiography center at Imam Khomeini Hospital in 
Ardebil. The extraction of the gene were done by Boiling method and buffers and lubricants 
from Vienna Lab Diagnostics GmbH. PCR amplification were performed and MEFV sequences 
were evaluated and mutations detected 
Result. Out of 224 cases, 113 cases (50.4%) were male and 111 (49.6%) were female. 57 cases 
(25%) had mutations, which 28 were male (49%) and 29 were female (51%). The most 
mutations found was E148Q in 41 cases (18.3%),  P369S with 7 cases (3.1%) and V726A 5 
cases (2.2%). Of the A744S mutations, 3 cases (1.3%) and F479L, M694V and R761H, each of 
them were 2 cases (0.8%), and eventually the K695R mutation was only one case (0.4%). 
Conclusion:. The result of this study show that 25% of the normal population of the study area 
in this study had a mutation of MEFV gene that were heterozygote and the most mutations was 
E148Q in 41 cases (18.3%),  P369S with 7 cases (3.1%) and V726A 5 cases (2.2%). Of the 
A744S mutations, 3 cases (1.3%) and F479L, M694V and R761H, each of them were 2 cases 
(0.8%), and eventually the K695R mutation was only one case (0.4%). 
 
